Identification of RB1 germ-line mutations in patients with retinoblastoma / Kavimalar A/P Renganathan by Renganathan, Kavimalar
  
115 
 
BIBLIOGRAPHY 
Abidi, O., Knari, S., Sefri, H., Charif, M., Senechal, A., Hamel, C., et al. (2011). 
Mutational analysis of the RB1 gene in Moroccan patients with retinoblastoma 
[Electronic version]. Molecular Vision, 17, 3541–3547. 
Abramson, D.H., Beaverson, K., Sangani, P., Vora, R.A., Lee, T.C., Hochberg, H.M., et 
al. (2003). Screening for retinoblastoma: Presenting signs as prognosticators of 
patient and ocular survival [Electronic version]. Pediatrics, 112(6), 1248–1254. 
Abramson, D.H. (1999). Second nonocular cancers in retinoblastoma: a unified 
hypothesis. The Franceschetti Lecture. Ophthalmology Genet., 20, 193-204. 
Abramson, D.H. & Frank, C. (1998). Second nonocular tumours in survivors of bilateral 
retinoblastoma: a possible age effect on radiation-related risk. Ophthalmology, 
105, 573-580. 
Aerts, I., Rouic, L.L., Villars, M.G., Brisse, H., Doz, F. & Desjardins, L. (2006). 
Retinoblastoma. Orphanet Journal of Rare Diseases, 1(31). doi:10.1186/1750-
1172-1-31 
Albert, D.M., Feldmann, M., Potter, H. & Kumar, A. (2003). Chapter 35: Eye, orbit and 
adnexal structures [Electronic version], 506–527f. 
Alvarez, C.S. (2008). Molecular biology of retinoblastoma. Clin. Transl. Oncol., 10, 
389–394. doi:10.1007/s12094-008-0220-y 
Alvarez, C.S., Urgelles, A.S. & Gomez, J.M.A. (2005). Update on retinoblastoma 
[Electronic version]. Clin. Transl. Oncol., 7(4), 174–178. 
Ashcraft, P.F., Coleman, E.A., Lange, U., Enderlin, C. & Stewart, C.B. (2007). 
Obtaining family histories from patients with cancer. Clinical Journal of 
Oncology Nursing, 11(1), 119–124. doi:10.1188/07.CJON.119-124 
Babenko, O.V., Saakyan, S.V., Brovkina, A.F., Kozlova, V.M., Strelnikov, V.V., 
Zaletaev, D.V., et al. (2002). Spectrum and frequencies of RB1 structural defects 
in retinoblastoma [Electronic version]. Molecular Biology, 36(4), 487–492. 
Babenko, O.V., Zemlyakova, V.V., Saakyan, S.V., Brovkina, A.F., Strelnikov, V.V., 
Zaletaev, D.V., et al. (2002). RB1 and CDKN2A functional defects resulting in 
retinoblastoma. Molecular Biology, 36(5), 777–783. 
Bader, J.L., Meadows, A.T., Zimmerman, L.E., Rorke, L.B., Voute,P.A., Champion, 
L.A. et al. (1982). Bilateral retinoblastoma with ectopic intracranial 
retinoblastoma: trilateral retinoblastoma. Cancer Genet. Cytogenet., 5, 203-213. 
Bamne, M.N., Ghule, P.N. & Jose, J. (2005). Constitutional and somatic RB1 mutation 
spectrum in nonfamilial unilateral and bilateral retinoblastoma in India. Genetic 
Testing and Molecular Biomarkers, 9(3), 200–211. 
  
116 
 
Barbosa, R.H., Vargas, F.R., Lucena, E., Bonvicino, C.R. & Seuanez, H.N. (2009). 
Constitutive RB1 mutation in a child conceived by in vitro fertilization: 
Implications for genetic counselling [Electronic version]. BMC Medical Genetics, 
10(75). doi:10.1186/1471-2350-10-75 
Batterbury, M. & Bowling, B. (2005). Ophthalmology: An illustrated colour text (2nd 
ed.). London: Elsevier Churchill Livingstone. 
Benedicte, B., Michel, H., Patrick, D.P., Christophe, C., Christiane, V., Catherine, S., et 
al. (2006). Unilateral retinoblastoma, lack of familial history and older age does 
not exclude germline RB1 gene mutation [Electronic version]. European Journal 
of Cancer, 42(1), 65–72. 
Bhagia, P., Colanta, A.B., Abramson, D.H., Carlson, D.L., Kleinerman, R.A., Kraus, D., 
et al. (2011). Sinonasal adenocarcinoma: A rare second malignancy in long term 
retinoblastoma survivors [Electronic version]. Pediatric Blood and Cancer, 57(4), 
693–695. 
Blanquet, V., Turleau, C., Gross, M.S., Goossens, M. & Besmond, C. (1993). 
Identification of germline mutations in the RB1 gene by denaturant gradient gel 
electrophoresis and polymerase chain reaction direct sequencing [Electronic 
version]. Human Molecular Genetics, 2(7), 975–979. 
Blanquet, V., Turleau, C., Morand, M.S.G., Beaufort, C.S., Doz, F. & Besmond, C. 
(1995). Spectrum of germline mutations in the RB1 gene: A study of 232 patients 
with hereditary and non-hereditary retinoblastoma [Electronic version]. Human 
Molecular Genetics, 4(3), 383–388. 
Braggio, E., Bonvicino, C.R., Vargas, F.R., Ferman, S., Eisenberg, A.L.A. & Seuanez, 
H.N. (2004). Identification of three novel RB1 mutations in Brazilian patients with 
retinoblastoma by “exon by exon” PCR mediated SSCP analysis. J Clin Pathol, 
57, 585–590. doi:10.1136/jcp.2003.014423 
Brazilian retinoblastoma patients characterized under wide spectrum of mutations. 
(2006, July 30). Atlanta: Lab Business Week, 47. 
Brown, T.A. (2006). Gene cloning & DNA analysis: An introduction (5th ed.). Oxford: 
Blackwell Publishing. 
Buiting, K., Kanber, D., Horsthemke, B. & Lohmann, D. (2010). Imprinting of RB1 (the 
new kid on the block). Briefings in Functional Genomics, 9(4), 347–353. 
doi:10.1093/bfgp/elq014 
Bunin, G.R., Tseng, M., Li, Y., Meadows, A.T. & Ganguly, A. (2012). Parental diet and 
risk of retinoblastoma resulting from new germline RB1 mutation. Environmental 
and Molecular Mutagenesis, 53, 451–461. doi:10.1002/em.21705 
Burkhart, D.L. & Sage, J. (2008). Cellular mechanisms of tumour suppression by the 
retinoblastoma gene. Nature Reviews, 8, 671–682. 
  
117 
 
Canty, C.A. (2009). Retinoblastoma: An overview for advanced practice nurses. 
Journal of American Academy of Nurse Practitioners, 21, 149–155. 
doi:10.1111/j.1745-7599.2008.00378.x 
Carter, J. (2009). Recognizing the signs of retinoblastoma. Practice Nursing, 20(8), 
394–397. 
Carter, J. (2009, April 17). Retinoblastoma. Periodical, London. Retrieved from 
http://ezproxy.um.edu.my:2110/pqdweb?did=1691585981&sid=6&Fmt=3&client
id=18803&RQT=309&VName=PQD 
Chan, S.W. (2001). Roles of Retinoblastoma Binding Protein (RBP2) in Cell Cycle and 
Transcription Regulation (PhD. Thesis). National University of Singapore, 
Singapore. 
Chen, C.S., Suthers, G., Carroll, J., Rudzki, Z. & Muecke, J. (2003). Sarcoma and 
familial retinoblastoma [Electronic version]. Clinical and Experimental 
Ophthalmology, 31, 392–396. 
Chen, C.Y., Xu, C.M., Du, Z.F., Chen, X.L., Ren, G.L. & Zhang, X.N. (2010). A 
c.1363C>T (p.R455X) nonsense mutation of RB1 gene in a southern Chinese 
retinoblastoma pedigree [Electronic version]. Genetic Testing and Molecular 
Biomarkers, 14(2), 193–196. 
Cheng, T.H., Chen, S.P., Lu, T.C., Chen, W.C., Sher, J.S. & Shieh, Y.S. (2010). 
Optimal DNA extraction from buccal swab samples,  J. Med. Sci., 30(4), 149–
154. 
Cobrinik, D. (2005). Pocket proteins and cell cycle control. Oncogene. 24. 2796-2809. 
Cobrinik, D., Francis, R., Abramson, D.H. & Lee, T.C. (2006). Rb induces a 
proliferative arrest and curtails Brn-2 expression in retinoblastoma cells. 
Molecular Cancer, 5(72). doi:10.1186/1476-4598-5-72 
Cooper, G.M. (1995). Oncogenes (2nd ed.). Boston: Jones and Bartlett Publishers, Inc. 
Cowell, J.K. (1994). Molecular genetics of retinoblastoma. In Wright, A.F. & Jay, B. 
(Ed.), Molecular genetics of inherited eye disorders, Modern genetics (Vol. 2, pp. 
197–215). Switzerland: Harwood Academic Publishers. 
Cowell, J.K. & Bia, B. (1998). A novel missense mutation in patients from a 
retinoblastoma pedigree showing only mild expression of the tumour phenotype 
[Electronic version]. Oncogene, 16, 3211–3213. 
Cowell, J.K. & Cragg, H. (1996). Constitutional nonsense germline mutations in the 
RB1 gene detected in patients with early onset unilateral retinoblastoma 
[Electronic version]. European Journal of Cancer, 32A(10), 1749–1752. 
Cowell, J.K. & Hogg, A. (1992). The genetics and cytogenetics of retinoblastoma. 
Cancer Genet. Cytogenet., 64, 1-11. 
  
118 
 
Crosby, M.B., Hubbard, G.B., Gallie, B.L. & Grossniklaus, H.E. (2009). Anterior 
diffuse retinoblastoma: mutational analysis and immunofluorescence staining 
[Electronic version]. Arch. Pathol. Lab. Med., 133, 1215–1218. 
Dannenberg, J.H. & Riele, H. P.J. (2006). The retinoblastoma gene family in cell cycle 
regulation and suppression of tumorigenesis. Cell cycle regulation, 42, 183–225. 
doi:10.1007/002/Published online: 24 February 2006 
Dehainault, C., Michaux, D., Berhouet, S.P., Moncoutier, V.C., Doz, F., Desjardins, L., 
et al. (2007). A deep intronic mutation in the RB1 gene leads to intronic sequence 
exonisation. European Journal of Human Genetics, 15, 473–477. 
doi:10.1038/sj.ejhg.5201787 
Dommering, C.J., Marees, T., Hout, A.H., Imhof, S.M., Heijboer, H.M., Ringens, P.J., 
et al. (2012). RB1 mutations and second primary malignancies after hereditary 
retinoblastoma. Familial Cancer, 11, 225–233. doi:10.1007/s10689-011-9505-3 
Donovan, S.L., Schweers, B., Martins, R., Johnson, D. & Dyer, M.A. (2006). 
Compensation by tumor suppressor genes during retinal development in mice and 
humans. BMC Biology, 4, 14. 
Draper, G.J., Sanders, B.M. & Kingston, J.E. (1986). Second primary neoplasms in 
patients with retinoblastoma. Br. J. Cancer, 53, 661-671. 
Dryja, T.P., Rapaport, J.M., Epstein, J., Goorin, A.M., Weichselbaum, R., Koufos, A. et 
al. (1986). Chromosome 13 homozygosity in osteosarcoma without 
retinoblastoma. Am. J. Hum. Genet, 38, 59-66. 
Dryja, T.P., Mukai, S., Petersen, R., Rapaport, J.M., Walton, D. & Yandell D.W. 
(1989). Parental origin of mutations of the retinoblastoma gene. Nature, 339, 556-
558. 
Dundar, M., Lanyon, G.W. & Connor, M.J. (2001). Detection of mutations in the RB1 
gene by single strand conformation polymorphism (SSCP) analysis, amplification 
mismatch detection (AMD) analysis and polymerase chain reaction sequencing 
[Electronic version]. Proc. Natl. Sci. Counc. Repub. China B., 25(3), 166–173.  
Dunn, J.M., Phillips, R.A., Zhu, X., Becker, A. & Gallie B.L. (1989). Mutations in the 
RB1 gene and their effects on transcription. Mol. Cell Biol., 9, 4596-4604.  
Ejima, Y., Sasaki, M.S., Kaneko, A. & Tanooka, H. (1988). Types, rates, origin and 
expressivity of chromosome mutations involving 13q14 in retinoblastoma 
patients. Hum. Genet., 79, 118-123. 
Fan, G. & Steer, C.J. (1999). The role of retinoblastoma protein in apoptosis [Electronic 
version]. Apoptosis, 4, 21–29. 
Fernandez, C., Repetto, K., Dalamon, V., Bergonzi, F., Ferreiro, V. & Szijan, I. (2007). 
RB1 germ-line deletions in Argentine retinoblastoma patients [Electronic version]. 
Mol. Diag. Ther., 11(1), 55–61. 
  
119 
 
Field, M., Shanley, S. & Kirk, J. (2007). Inherited cancer susceptibility syndromes in 
paediatric practice. Journal of Paediatrics and Child Health, 43, 219–229. 
doi:10.1111/j.1440-1754.2007.01027.x 
Fredga, K., Kihlman, B.A. & Bennett, M.D. (Ed.). (1990). Chromosomes today (Vol. 
10). London: Academic Division of Unwin Hyman Ltd. 
Friend, S.H., Bernards, R., Rogelj, S., Weinberg, R.A., Rapaport, J.M., Albert, D.M., et 
al. (1986). A human DNA segment with properties of the gene that predisposes to 
retinoblastoma and osteosarcoma. Nature, 323, 643–646. 
Gallie, B.L., Campbell, C., Devlin, H., Duckett, A. & Squire, J.A. (1999). 
Developmental basis of retinal-specific induction of cancer by RB mutation. 
Cancer Res., 59, 1731-1735. 
Genuardi, M., Klutz, M., Devriendt, K., Caruso, D., Stirpe, M. & Lohmann, D.R. 
(2001). Multiple lipomas linked to an RB1 gene mutation in a large pedigree with 
low penetrance retinoblastoma. European Journal of Human Genetics, 9, 690–
694. 
Gera, M., Gera, B., Advani, S.H. & Manish, G. (1996). Unusual second malignancies in 
childhood retinoblastoma [Electronic version]. Indian Journal of Medical and 
Paediatric Oncology, 17(1), 40–44.  
Germline. (n.d.) Collins English Dictionary – Complete and Unabridged. (1991, 1994, 
1998, 2000, 2003). Retrieved December 11, 2012, from http://www.thefreedict 
ionary.com/germline 
Goldberg, S. (2000). Ophthalmology made ridiculously simple. Singapore: McGraw-
Hill. 
Goodrich, D.W. (2006). The retinoblastoma tumour suppressor gene, the exception that 
proves the rule. Oncogene, 25, 5233–5243. doi:10.1038/sj.onc.1209616 
Hanani Ahmad Yusof, Nor’aini Ramlee, Siti Raihan Ishak, Nur Shafawati Ab Rajab, 
Shuaibah Abdul Ghani, Nor Sa’adah Bachok, et al. (2010). Identification of single 
nucleotide polymorphism (SNP) 153104 (A to G) of RB1 gene in Malaysian 
retinoblastoma children and its association with laterality and staging of the 
disease [Electronic version]. International Medical Journal, 17(2), 129–133. 
Harrison, J.S. H. & Flavell, R.B. (1993). The chromosome. John Innes Review. Oxford: 
BIOS Scientific Publishers Limited. 
Henley, S.A., Francis, S.M., Demone, J., Ainsworth, P. & Dick, F.A. (2010). A cancer 
derived mutation in the retinoblastoma gene with a distinct defect for LXCXE 
dependent interactions. Cancer Cell International, 10(8). doi:10.1186/1475-2867-
10-8 
Henley, S.A. & Dick, F.A. (2012). The retinoblastoma family of proteins and their 
regulatory functions in the mammalian cell division cycle [Electronic version]. 
Cell Division, 7(10). 
  
120 
 
Hesketh. R. (1995). The Oncogene. FactsBook. London: Academic Press Limited. 
Hogg, A., Onadim, Z., Baird, P.N. & Cowell, J.K. (1992). Detection of heterozygous 
mutations in the RB1 gene in retinoblastoma patients using single-strand 
conformation polymorphism analysis and polymerase chain reaction sequencing 
[Electronic version]. Oncogene, 7(7), 1445–1451.  
Hon, C., Chan, G.C.F., Ha, S.Y., Ma, S.K., Wong, K.F. & Au, W.Y. (2004). Bone 
marrow transplantation for therapy-related acute myeloid leukemia in congenital 
retinoblastoma associated with 13q deletion syndrome [Electronic version]. Ann. 
Hematol., 83, 481–483. 
Horsthemke, B. (1992). Genetics and cytogenetics of retinoblastoma [Electronic 
version]. Cancer Genet. Cytogenet., 63(1), 1–7.  
Houdayer, C., Villars, M.G., Lauge, A., Berhouet, S.P., Dehainault, C., Moncoutier, 
V.C., Karczynski, P., Tosi, M., Doz, F., et al. (2004). Comprehensive screening 
for constitutional RB1 mutations by DHPLC and QMPSF. Hum. Mutat., 23, 193-
202. 
Hung, C.C., Lin, S.Y., Lee, C.N., Chen, C.P., Lin, S.P., Chao, M.C., et al. (2011). Low 
penetrance of retinoblastoma for p.V654L mutation of the RB1 gene. BMC 
Medical Genetics, 12(76). doi:10.1186/1471-2350-12-76 
Imbach, P. (n.d.). Chapter 15 Retinoblastoma [Electronic version] (pp. 171–176). 
Jamalia Rahmat, Sunder, R., Alagaratnam, J. & Goh, P.P. (2010). Retinoblastoma 
registry report - Hospital Kuala Lumpur experience. Med. J. Malaysia, 65 
(Supplement A), 128–130. 
Joseph, B., Narayana, K.S., Mamatha, G., Raman, G. & Kumaramanickavel, G. (2005). 
Mutational scanning of RB1 gene by multiplex PCR. Indian Journal of 
Biotechnology, 4, 194–200. 
Juliette, C., Recognizing the signs of retinoblastoma, 2009, Practice Nursing, 20(8), 
396. 
Kanber, D., Berulava, T., Ammerpohl, O., Mitter, D., Richter, J., Siebert, R., et al. 
(2009). The human retinoblastoma gene is imprinted. PLoS Genetics, 5(12), 
e1000790. doi:10.1371/journal.pgen.1000790 
Kaufman, P.L. & Saunders, R.A. (2006). Retinoblastoma. Retrieved January 15, 2012, 
from http://patients.uptodate.com/topic.asp?file=ped_opht/2454 
Keith, C.G. (1978). Genetics and ophthalmology. London: Longman Group Limited. 
Keith, C.G. & Webb, G.C. (1985). Retinoblastoma and retinoma occurring in a child 
with a translocation and deletion of the long arm of chromosome 13. Arch. 
Ophthalmol., 103, 941-944. 
  
121 
 
Kemp, W.L., Burns, D.K. & Brown, T.G. (2008). The big picture: Pathology. New 
York: The McGraw-Hill Companies, Inc. 
Kiaris, H. (2006). Understanding carcinogenesis. Weinheim: WILEY-VCH Verlag 
GmbH & Co. Keith, C.G. (1978). Genetics and ophthalmology. London: 
Longman Group Limited. 
Kleinerman, R.A., Tucker, M.A., Tarone, R.E., Abramson, D.H., Seddon, J.M., Stovall, 
M., et al. (2005). Risk of new cancers after radiotherapy in long-term survivors of 
retinoblastoma: an extended follow-up [Electronic version]. Journal of Clinical 
Oncology, 23(10), 2272–2279. 
Kleinerman, R.A., Yu, C.L., Little, M.P., Li, Y., Abramson, D., Seddon, J., et al. 
(2012). Variation of second cancer risk by family history of retinoblastoma among 
long-term survivors [Electronic version]. Journal of Clinical Oncology, 30(9), 
950–957. 
Kleinerman, R.A., Tucker, M.A., Tarone, R.E., Abramson, D.H., Seddon, J.M., Stovall, 
M., et al. (2005). Risk of new cancers after radiotherapy in long-term survivors of 
retinoblastoma: An extended follow-up. Journal of Clinical Oncology, 23(10), 
2272–2279. 
Knudson, A.G. (1971). Mutation and cancer: Statistical study of retinoblastoma. Proc. 
Natl. Acad. Sci. of the USA, 68, 820-823. 
Knudson, A.G. (1974). Heredity and human cancer. American Journal of Pathology, 
77(1) 68, 77-84. 
Knudson, A.G. (1975). The genetics of childhood cancer. Cancer, 3, 1022-1026. 
Kontic, M., Palacios, I., Gamez, A., Camino, I., Latkovic, Z., Rasic, D., et al. (2006). 
New RB1 oncogenic mutations and intronic polymorphisms in Serbian 
retinoblastoma patients: genetic counseling implications. Journal of Human 
Genetics, 51, 909–913. doi:10.1007/s10038-006-0036-y 
Kumaramanickavel, G., Joseph, B., Narayana, K., Natesh, S., Mamatha, G., 
Shanmugam, M.P., et al. (2003). Molecular genetic analysis of two cases with 
retinoblastoma: benefits for disease management [Electronic version]. Journal of 
Genetics, 82, 39–44. 
Laurie, N.A., Donovan, S.L., Shih, C., Zhang, J., Mills, N., Fuller, C., et al. (2006). 
Inactivation of the p53 pathway in retinoblastoma. Nature, 444. 
doi:10.1038/nature05194 
Lee, N.L.P., Rushlow, D., Piovesan, B., Zhang, K., Dimaras, H., Pajovic, S., et al. 
(2009). Letter to the editor: Retinoblastoma: The evidence does matter. Cellular 
Oncology, 31, 249–250. doi:10.3233/CLO-2009-0475 
Leiderman, Y.I., Kiss, S. & Mukai, S. (2007). Molecular genetics of RB1 - the 
retinoblastoma gene. Seminars in Ophthalmology, 22, 247–254. 
doi:10.1080/08820530701745165 
  
122 
 
Lele, K.P., Penrose, L.S. & Stallard, H.B. (1963). Chromosome deletion in a case of 
retinoblastoma. Ann. Hum. Genet. Lond. 27, 171-174. 
Leonard, D.G.B. (Ed.). (2009). Molecular pathology in clinical practice: oncology. 
New York: Springer Science + Business Media. 
Leone, P.E., Vega, M.E., Jervis, P., Pestana, A., Alonso, J., et al. (2003). Two new 
mutations and three novel polymorphisms in the RB1 gene in Equadorian patients. 
Journal of Human Genetics, 48, 639–641. doi:10.1007/s10038-003-0092-5 
Lewis, R. (2012). Human genetics (10th ed.). New York: McGraw-Hill. 
Lewis, R. (2007). Human genetics: concepts and applications (8th ed.). New York: 
McGraw-Hill Higher Education. 
Lewis, R. (2005). Human genetics: concepts and applications (6th ed.). New York: 
McGraw-Hill Higher Education. 
Liu, Z., Song, Y., Bia, B. & Cowell, J.K. (1995). Germline mutations in the RB1 gene in 
patients with hereditary retinoblastoma [Electronic version]. Genes, 
Chromosomes & Cancer, 14(4), 277–284. 
Loeb, L.A., Loeb, K.R. & Anderson, J.P. (2003). Multiple mutations and cancer. PNAS 
USA 100, 776-781. 
Lohmann, D.R., Brandt, B., Hopping, W., Passarge, E. & Horsthemke, B. (1994). 
Spectrum of small length germline mutations in the RB1 gene [Electronic 
version]. Human Molecular Genetics, 3(12), 2187–2193. 
Lohmann, D.R., Brandt, B., Hopping, W., Passarge, E. & Horsthemke, B. (1996). The 
spectrum of RB1 germline mutations in hereditary retinoblastoma [Electronic 
version]. Am. J. Hum. Genet., 58, 940–949. 
Lohmann, D.R. (1999). RB1 gene mutations in retinoblastoma [Electronic version]. 
Hum. Mutat., 14(4), 283–288.  
Lohmann, D.R.  (2010). Retinoblastoma. Advances in Experimental Medicine and 
Biology, 685, 220–227. 
Lohmann, D., Gallie, B., Dommering, C. & Villars, M.G. (2011). Clinical utility gene 
card for: Retinoblastoma. European Journal of Human Genetics, 19. 
doi:10.1038/ejhg.2010.200 
Macdonald, F. & Ford, C.H.J. (1991). Oncogenes and tumor suppressor genes. Medical 
Perspectives Series. Oxford: BIOS Scientific Publishers Limited. 
Mamatha, G., Joseph, B., Shanmugam, M.P. & Kumaramanickavel, G. (2006). CGA 
codons multiplex PCR in rapid diagnosis of retinoblastoma [Electronic version]. 
Indian Journal of Human Genetics, 12(1), 34–38. 
  
123 
 
Mange, E.J. & Mange, A.P. (1999). Basic Human Genetics (2nd ed.). Massachusetts: 
Sinauer Associates, Inc. 
Maricela, R., Mauricio, S., Marina, G., Ramon, C., Fabio, S. & Diego, A. (2002). 
Identification of novel mutations in the RB1 gene in Mexican patients with 
retinoblastoma [Electronic version]. Cancer Genetics and Cytogenetics, 138(1), 
27. 
Markey, M.P., Bergseid, J., Bosco, E.E., Stengel, K., Xu, H., Mayhew, C.N., et al. 
(2007). Loss of the retinoblastoma tumor suppressor: differential action on 
transcriptional programs related to cell cycle control and immune function 
[Electronic version]. Oncogene, 26, 6307–6318. 
Mastrangelo, D. (2003). Chapter 1: Molecular models of cancer development. Part one: 
Current concepts of oncogenesis (pp. 3–13). 
Mastrangelo, D., Hadjistilianou, T., Francesco, S.D. & Lore, C. (2009). Retinoblastoma 
and the genetic theory of cancer: An old paradigm trying to survive to the 
evidence. Journal of Cancer Epidemiology, 2009. doi:10.1155/2009/301973 
Matsumoto, H., Kobayashi, O., Tamura, K., Sekine, I. & Yamamoto, M. (2003). Novel 
germline mutation in the RB1 gene with multifocal bone tumours following 
retinoblastoma [Electronic version]. Pediatrics International, 45, 728–730. 
McConkey, E.H. (1993). Human genetics the molecular revolution. Massachusetts: 
Jones and Bartlett Publishers. 
Mendelsohn, J., Howley, P.M., Israel, M.A., Gray, J.W. & Thompson, C.B. (2008). The 
molecular basis of cancer (3rd ed.). Philadelphia: Saunders Elsevier. 
Menon, B.S., Alagaratnam, J., Eni Juraida, Mahfuzah Mohamed, Hishamshah Ibrahim 
& Nyi Nyi Naing (2009). Late presentation of retinoblastoma in Malaysia. 
Pediatr. Blood Cancer, 52(2), 215-217. 
Mills, M.B., Hudgins, L., Balise, R.R., Abramson, D.H. & Kleinerman, R.A. (2011). 
Mutation risk associated with paternal and maternal age in a cohort of 
retinoblastoma survivors. Human Genetics. doi:10.1007/s00439-011-1126-2 
Minoda, K. (1995). Genetics of retinoblastoma [Electronic version]. Nihon Rinsho, 
53(11), 2774–2778.  
Mitter, D., Rushlow, D., Nowak, I., Rescher, B.A., Gallie, B.L. & Lohmann, D.R. 
(2009). Identification of a mutation in exon 27 of the RB1 gene associated with 
incomplete penetrance retinoblastoma. Familial Cancer, 8, 55–58. 
doi:10.1007/s10689-008-9198-4 
Morange, M. (1998). A history of molecular biology. Massachusetts: Harvard 
University Press. 
Murakami, Y. (1991). Diagnosis of a predisposition of retinoblastoma at the DNA level 
[Electronic version]. Gan To Kagaku Ryoho, 18(1), 44–50.  
  
124 
 
Murphree, A.L. & Christensen, L.E. (n.d.). Chapter 9: Retinoblastoma & other 
malignant intraocular tumours [Electronic version]. Handbook of Pediatric 
Retinal Disease (pp. 246–283). 
Naish, J., Revest, P. & Court, D.S. (Ed.). (2009). Medical sciences. London: Elsevier 
Limited. 
Nale, P. (2009, March 25). Long-term surveillance advised for hereditary 
retinoblastoma survivors. Ocular Surgery News, p. 28. 
Noorani, H.Z., Khan, H.N., Gallie, B.L. & Detsky, A.S. (1996). Cost comparison of 
molecular versus conventional screening of relatives at risk for retinoblastoma. 
American Journal of Human Genetics, 59, 301-307. 
Orsouw, N.J.V., Li, D., Vlies, P.V.D., Scheffer, H., Eng, C., Buys, C.H.C.M., et al. 
(1996). Mutational scanning of large genes by extensive PCR multiplexing and 
two-dimensional electrophoresis: application to the RB1 gene. Human Molecular 
Genetics, 5(6), 755–761. 
Parsam, V.L., Kannabiran, C., Honavar, S., Vemuganti, G.K. & Ali, M.A. (2009). A 
comprehensive, sensitive and economical approach for the detection of mutations 
in the RB1 gene in retinoblastoma [Electronic version]. Indian Academy of 
Sciences, 88(4), 517–527. 
Parsam, V.L., Ali, M.J., Honavar, S.G., Vemuganti, G.K. & Kannabiran, C. (2011). 
Splicing aberrations caused by constitutional RB1 gene mutations in 
retinoblastoma [Electronic version]. Indian Academy of Sciences, 36(2), 281–287. 
Pamela Stanley Lab Wiki (2005). Retrieved June 14, 2012, from  
stanxterm.aecom.yu.edu/wiki/index.php 
Pauser, U. & Grimm, H. (2008). Intramucosal leiomyosarcoma of the stomach 
following hereditary retinoblastoma in childhood - a case report and review of the 
literature. World Journal of Surgical Oncology, 6, 131. doi:10.1186/1477-7819-6-
131 
Penrose, L.S. (Ed.). (1961). Recent advances in human genetics. London: J.A. Churchill 
Ltd. 
Pierce, B.A. (2012). Chapter 20: Molecular Genetic Analysis and Biotechnology. 
Genetics (4th ed., p. 549). New York: W.H. Freeman and Company. 
Pinkerton, R., Plowman, P.N. & Pieters, R. (Ed.). (2004). Paediatric oncology (3rd ed.). 
London: Arnold. 
Polymorphisms in RB1 gene associated with retinoblastoma. (2006, January 15). 
Atlanta: Nursing Home & Elder Business Week, 106. 
Polymorphism. (n.d.) The American Heritage® Science Dictionary. (2005). Retrieved 
December 11, 2012, from http://www.thefreedictionary.com/polymorphism 
  
125 
 
Ponder, B.A.J. (1992). Molecular genetics of cancer. BMJ: Current Issues in Cancer, 
304, 1234-1236. 
Poznic, M. (2009). Retinoblastoma protein: a central processing unit. J. Biosci., 34(2), 
305–312. 
PR Newswire. (2012, January 11). Gene identified as a new target for treatment of 
aggressive childhood eye tumour; St. Jude Children’s Research Hospital - 
Washington University Pediatric Cancer Genome Project findings help solve 
mystery of retinoblastoma’s rapid growth in work that also yields a new treatment 
target and possible therapy. Retrieved June 7, 2012, from 
http://ezproxy.um.edu.my:2110/pqdweb?did=2557939751&sid=3&Fmt=3&client
ld=18803&RQT=309&VName=PQD 
Quah, S.L. (2005). Chapter 9.6: Retinoblastoma. In Ang, C.L., Chee, S.P., Jap, A.H., 
Tan, D.T.H. & Wong, T.Y. (Ed.), Clinical ophthalmology - an asian perspective 
(pp. 687–697). Singapore: Saunders Elsevier. 
Rasheed, M.A., Vemuganti, G.K., Honavar, S.G., Ahmed, N., Hasnain, S.E. & 
Kannabiran, C. (2002). Mutational analysis of the RB1 gene in Indian 
patients with retinoblastoma [Electronic version]. Ophthalmic Genetics, 23(2), 
121–128. 
Retinoblastoma. (2002).The Molecular Genetic Basis of Ophthalmic Disorders, 
Remedica Genetic Series: Genetics for Ophthalmologist (pp. 257–260). London: 
Remedica Publishing Ltd. 
Retinoblastoma, Crossword911.com, 2013, Retrieved July 26, 2013, from 
http://crosswords911.com/retinoblastoma.html 
Retinoblastoma, The Online Atlas of Ophthalmology, n.d., Retrieved July 26, 2013, 
from http://www.eyeatlas.com/box/284.htm 
Retinoblastoma: Knudson, Retinoblastoma Genetics, n.d., Retrieved May23, 2013, from 
http://acad.depauw.edu/cfornari_web/DISGEN/retinoblastoma_website/public_ht
ml/Knudson.htm 
Retinoblastoma: Molecular Genetics. Retrieved on June 10, 2012, from 
http://dpuadweb.depauw.edu/cfornari_web/DISGEN/retinoblastoma_website/publ
ic_html/Ideogram.htm 
Rhee, D.J. & Pyfer, M.F. (Ed.). (1999). Pediatrics. The Wills eye manual: Office and 
emergency room diagnosis and treatment of eye disease (3rd ed., p. 199). 
Philadelphia: Lippincott Williams & Wilkins. 
Ribeiro, M.C.M., Andrade, J.A., Erwenne, C.M. & Brunoni, D. (1988). Bilateral 
retinoblastoma associated with 13q-mosaicism: possible manifestation of a 
germinal mutation. Cancer Genet. Cytogenet., 32, 169-175. 
  
126 
 
Richter, S., Vandezande, K., Chen, N., Zhang, K., Sutherland, J., Anderson, J., et al. 
(2003). Sensitive and efficient detection of RB1 gene mutations enhances care for 
families with retinoblastoma. Am. J. Hum. Genet., 72, 253–269. 
Ricki, L., Second Gene Causes Retinoblastoma, Retrieved July 26, 2013, from 
http://blogs.plos.org/dnascience/2013/03/21/second-gene-causes-retinoblastoma/ 
Rong, R. (2000). Molecular Genetics of Retinoblastoma (MSc. Dissertation). National 
University of Singapore, Singapore. 
Rubin, C.Z., Rosenfield, N.S., Abramson, S.J., Abramson, D.H. & Dunkel, I.J. (1997). 
The location and appearance of second malignancies in patients with bilateral 
retinoblastoma [Electronic version]. Sarcoma, 1, 89–93. 
Sachdeva, U.M. & O’Brien, J.M. (2012). Understanding pRb: Toward the necessary 
development of targeted treatments for retinoblastoma. The Journal of Clinical 
Investigation, 122(2), 425–434. doi:10.1172/JCI57114 
Salk, J.J., Fox, E.J. & Loeb, L.A. (2010). Mutational heterogeneity in human cancers: 
Origin and consequences. Annu. Rev. Pathol. Mech. Dis., 5, 51-75. 
Sampieri, K., Hadjistilianou, T., Mari, F., Speciale, C., Mencarelli, M.A., Cetta, F., et 
al. (2006). Mutational screening of the RB1 gene in Italian patients with 
retinoblastoma reveals 11 novel mutations. Journal of Human Genetics, 51, 209–
216. doi:10.1007/s10038-005-0348-3 
Sanchez, J. (2008). Retinoblastoma. Can we do more? Clin. Transl. Oncol., 10, 525–
526. doi:10.1007/s12094-008-0245-8 
Scheffer, H., Van Der Vlies, P., Buton, M., Verlind, E., Moll, A.C., Imhof, S.M. & 
Buys, C.H. (2000). Two novel germline mutations of the retinoblastoma gene 
(RB1) that show incomplete penetrance, one splice site and one missense 
[Electronic version]. Journal of Medical Genetics, 37(7), E6. 
Schubert, E.L., Strong, L.C. & Hansen, M.F. (1997). A splicing mutation in RB1 in low 
penetrance retinoblastoma [Electronic version]. Human Genetics, 100, 557–563. 
Serrano, C., Alonso, J., Gomez-Mariano, G., Aguirre, E., Diez, O., Gadea, N., et al. 
(2011). Low penetrance hereditary retinoblastoma in a family: what should we 
consider in the genetic counselling process and follow up?. Familial Cancer, 10, 
617–621. doi:10.1007/s10689-011-9445-y 
Sherr, C.J. (1996). Cancer cell cycles. Science. 274. 1672-1677. 
Shields, C.L. & Shields, J.A. (2004). Diagnosis and management of retinoblastoma. 
Cancer Control, 11, 317-327. 
Shimizu, T., Toguchida, J., Kato, M.V., Kaneko, A., Ishizaki, K. & Sasaki, M.S. (1994). 
Detection of mutations of the RB1 gene in retinoblastoma patients by using exon-
by-exon PCR-SSCP analysis. Am. J. Hum. Genet., 54, 793–800. 
  
127 
 
Shin, J.K. & Grossniklaus, H.E. (2011). Rabbit model of retinoblastoma. Journal of 
Biomedicine and Biotechnology, 2011. doi:10.1155/2011/394730 
Sihota, R. & Tandon, R. (2007). Parson’s diseases of the eye (20th ed.). New Delhi: 
Reed Elsevier India Pte. Ltd. 
Siti-Raihan Ishak, Hanani Hanafi, Alagaratnam, J.V., Alwi Zilfalil & Liza-Sharmini 
Ahmad Tajudin. (2010). RB pocket domain B mutation frequency in Malaysia. 
Ophthalmic Genetics, 31(3), 159–161. doi:10.3109/13816810.2010.492816 
Sporadic. (n.d.). Collins English Dictionary – Complete and Unabridged. (1991, 1994, 
1998, 2000, 2003). Retrieved December 11, 2012, from http://www.thefreedict 
ionary.com/sporadic 
Stothard, P. (2000). The sequence manipulation suite: JavaScript programs for 
analyzing and formatting protein and DNA sequences. BioTechniques 28: 1102-
1104. 
Strachan, T. & Read, A. (2011). Human Molecular Genetics (4th ed.). New York: 
Garland Science, Taylor & Francis Group, LLC. 
Sugano, K., Yoshida, T., Izumi, H., Umezawa, S., Ushiama, M., Ichikawa, A., et al. 
(2004). Outpatient clinic for genetic counseling and gene testing of 
retinoblastoma. Int. J. Clin. Oncol., 9, 25–30. doi:10.1007/s10147-004-0382-8 
Sumner, A.T. & Chandley, A.C. (Ed.). (1993). Chromosomes today (Vol. 11). London: 
Chapman & Hall. 
Szijan, I., Lohmann, D.R., Parma, D.L., Brandt, B. & Horsthemke, B. (1995). 
Identification of RB1 germline mutations in Argentinian families with sporadic 
bilateral retinoblastoma. J Med Genet, 32, 475–479. doi:10.1136/jmg.32.6.475 
Taya, Y. (1997). RB kinases and RB-binding proteins: new points of view. Trends 
Biochem. Sci., 22, 14-17. 
The EMBL-European Bioinformatics Institute. (2013). Clustal Omega. Multiple 
Sequence Alignment. Hinxton, Cambridge, United Kingdom: Wellcome Trust 
Genome Campus. Retrieved from http://www.ebi.ac.uk/Tools/msa/clustalo/ 
Therman, E. & Susman, M. (1993). Human chromosomes structure, behaviour and 
effects (3rd ed.). New York: Springer-Verlag New York Inc. 
Tibben, A. (2010). Social and behavioural research in clinical genetics. Clinical 
Genetics, 78, 334–341. doi:10.1111/j.1399-0004.2010.01484.x 
Toguchida, J., McGee, T.L., Paterson, J.C., Eagle, J.R., Tucker, S., Yandell, D.W., et al. 
(1993). Complete genomic sequence of the human retinoblastoma susceptibility 
gene. Genomics, 17, 535–543. 
Traboulsi, E.I. (2006). A compendium of inherited disorders and the eye. 
Ophthalmology Monographs. New York: Oxford University Press, Inc. 
  
128 
 
Tranin, A.S. (2006). The bridge from genomic discoveries to disease prevention 
[Electronic version]. Oncology Nursing Forum, 33(5), 891–900. 
doi:10.1188/06.ONF.891-900 
Tsai, T., Gombos, D., Fulton, L., Conway, R.M. & O’Brian, J.M. (2005). 
Retinoblastoma and hypochondroplasia: A case report of two germline mutations 
arising simultaneously. Ophthalmic Genetics, 26, 107–110. 
doi:10.1080/13816810590967998 
Tsai, T., Fulton, L., Smith, B.J., Mueller, R.L., Gonzalez, G.A., Uusitalo, M.S., et al. 
(2004). Rapid identification of germline mutations in retinoblastoma by protein 
truncation testing [Electronic version]. Archives of Ophthalmology, 122(2), 239–
248. 
Tsongalis, G.J. & Ricci, A., Jr. (2009). Specimen identification through DNA analysis. 
In D.G.B. Leonard (Ed.), Molecular pathology in clinical practice: oncology (pp. 
243-247). New York: Springer Science + Business Media 
Turnpenny, P. & Ellard, S. (2012). Elements of medical genetics. Emery’s (14th ed.). 
Philadelphia: Elsevier Churchill Livingstone. 
Valverde, J.R., Alonso, J., Palacios, I. & Pestana, A. (2005). RB1 gene mutation up-
date, a meta-analysis based on 932 reported mutations available in a searchable 
database. BMC Genetics, 6(53). doi:10.1186/1471-2156-6-53 
Vanderluit, J.L., Ferguson, K.L. & Slack, R.S. (2006). Chapter 8: Emerging roles for 
the retinoblastoma gene family. In Fanciulli, M. (Ed.), Rb and tumorigenesis (pp. 
81–105). Springer Business + Science Media. 
Vogel, W. (1979). The genetics of retinoblastoma. Hum. Genet., 52, 1-54. 
Vogelstein, B. & Kinzler, K.W. (2002). The genetic basis of human cancer (2nd ed.). 
New York: McGraw-Hill Medical Publishing Division. 
Voute, P.A., Kalifa, C. & Barrett, A. (Ed.). (1998). Cancer in children: Clinical 
management (4th ed.). New York: Oxford University Press, Inc. 
Watson, J.D., Hopkins, N.H., Roberts, J.W., Steitz, J.A. & Weiner, A.M. (1987). 
Molecular biology of the gene (4th ed., Vol. 2). California: The Benjamin/ 
Cummings Publishing Company, Inc. 
Weinberg, R.A. (1991). Tumour suppressor genes. Science, 254, 1138-1146. 
Weinberg, R.A. (1995). The retinoblastoma protein and cell cycle control. Cell, 81, 323-
330. 
Wikenheiser-Brokamp, K.A. (2006). Retinoblastoma family proteins: Insights gained 
through genetic manipulation of mice. Cellular and Molecular Life Sciences, 63, 
767–780. doi:10.1007/s00018-005-5487-3 
  
129 
 
Wilfinger, W.W., Mackey, K. & Chomczynski, P. (1997). Effect of pH and ionic 
strength on the spectrophotometric assessment of nucleic acid purity. 
BioTechniques, 22, 474-481. 
Wilson, M.W. (2009). Chapter 27: Pediatric ocular tumours and simulating lesions. 
Pediatric ophthalmology (pp. 403–411). Heidelberg: Springer-Verlag. 
Yu, Y.S, Kim, I.J., Ku, J.L. & Park, J.G. (2001). Identification of four novel RB1 
germline mutations in Korean retinoblastoma patients [Electronic version]. 
Human Mutation, 18(3), 252. 
Zage, P.E., Chopra, M., McRae, W. & Goldman, S. (2006). Retinoblastoma associated 
with congenital hypotonia: a case report and review of the literature [Electronic 
version]. Journal of Pediatric Neurology, 4, 265–270. 
Zagone, M.J.S., Pulliam, J.F. & Farkas, D.H. (2009). Molecular pathology methods. In 
D.G.B. Leonard (Ed.), Molecular pathology in clinical practice: oncology (pp. 
15-23). New York: Springer Science + Business Media. 
Zajaczek, S., Kakubowska, A., Gorski, B., Kurzawski, G., Krzystolik, Z. & Lubinski, J. 
(1999). Frequency and nature of germline Rb-1 gene mutations in a series of 
patients with sporadic unilateral retinoblastoma [Electronic version]. European 
Journal of Cancer, 35(13), 1824–1827. 
Zhang, Q., Minoda, K., Zeng, R., Wu, Z., Xiao, X., Li, S., et al. (1997). Exon-by-exon 
screening for RB germline mutations using Heteroduplex-SSCP analysis 
[Electronic version]. Eye Science, 13(1), 5–11. 
Zhang, J., Schweers, B. & Dyer, M.A. (2004). The first knockout mouse model of 
retinoblastoma. Cell Cycle, 3, 952-959. 
Zucker, J.M., Desjardins, L. & Doz, F. (1998). Retinoblastoma. Eur. J. Cancer, 34, 
1045-1049. 
 
 
